Arthrogryposis multiplex congenita is a heterogeneous condition and many different types are clinically recognisable. Recently, a new type of autosomal dominant arthrogryposis was described in a father and son. We report on a male patient with similar clinical features, confirming this distinct type of arthrogryposis. The condition is characterised by congenital contractures of the hands and feet with diminished or absent phalangeal creases, ophthalmoplegia, a rigid trunk, deep set eyes, and (in the oldest patient) an abnormal electroretinogram. Differential diagnosis from amyoplasia, the different types of distal arthrogryposis, and symphalangism is discussed.
Arthrogryposis multiplex congenita has been defined as "congenital, non-progressive limitation of movement in two or more joints in different body areas".' Over the past 10 years, many different clinical types ( fig 4) . Both lower legs were thin, the left side more pronounced than the right. The feet showed multiple scars from the orthopaedic surgery. Apart from the ophthalmoplegia, no further neurological abnormalities were found. Intelligence was normal. Ophthalmological investigation showed small eyes with amblyopia in the left eye and 6/10 vision in the right eye. A central scotoma could be seen in both eyes and abnormal pigmentation was present in both retinal maculae. Both eyes showed a Duane anomaly. On electrophysiological examination, the pattern reversal visual evoked response showed less response than normal, but was otherwise unremarkable. The flash visual evoked response was also normal. The electroretinogram failed to give any result because of practical problems (painful test for the patient because of the small, deep set eyes on clinical grounds the diagnosis of symphalangism was excluded. Different eye abnormalities have been described in patients with arthrogryposis multiplex congenita9 but we could find no patients who combine the eye anomalies and joint limitations as seen in the three patients with the type of arthrogryposis described here and by Lai et al.5 A mitochondrial myopathy was suggested in the patients reported by Lai et aF because of the combination of (possibly progressive) ophthalmoplegia and muscular abnormality.5 In the present patient, followed up for three years, we have no indication of progression of the condition. In our opinion a mitochondrial disturbance is not likely in our patient.
Inheritance in the father and son described by Lai et aP undoubtedly is autosomal dominant. Family history in the present patient was not informative although a maternal cousin had serious unilateral club foot. No clinical signs of the condition were found in the parents and the healthy brother. Paternal age at the time of birth was 35 years, suggesting a new dominant mutation in the patient.
